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Abstract (en)
[origin: WO2021178545A1] Clinical diagnosis and newborn screening for primary immunodeficiencies (PIDDs) is described. The PIDDs include
X-linked chronic granulomatous disease (X-CGD), X-linked lymphoproliferative syndrome (XLP1; SH2D1A deficiency), familial hemophagocytic
lymphohistiocytosis 2 (FHL2), ataxia telangiectasia (AT), common variable immunodeficiency (CVID; B-cell dysfunctions), severe combined
immunodeficiency (SCID), adenosine deaminase (ADA) deficiency, and dedicator of cytokinesis 8 (DOCK8) deficiency. Additionally, cell specific
markers for platelets (CD42), natural killer (NK) cells (CD56), and T cells (CD3epsilon and CD3delta) can be used as secondary markers to provide
support for diagnosis of disease.
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